The conotruncal anomaly face syndrome was described in a Japanese publication in 1976 and comprises dysmorphic facial appearance and outflow tract defects of the heart. The authors subsequently noted similarities to Shprintzen syndrome and DiGeorge syndrome. Chromosome analysis in five cases did not show a deletion at high resolution, but fluorescent in situ hybridisation using probe D0832 showed a deletion within chromosome 22qll in all cases. (J Med Genet 1993;30:822-824) 
Abstract
The conotruncal anomaly face syndrome was described in a Japanese publication in 1976 and comprises dysmorphic facial appearance and outflow tract defects of the heart. The authors subsequently noted similarities to '4 Deletions within chromosome 22ql 1 may be responsible for a significant proportion of cases of cardiac defects either within a syndromic pattern or in apparent isolation. This has important implications for estimating the risk of recurrence in patients with cardiac defects. 
